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Abstract (en)
[origin: WO2017066482A1] Methods, compositions and kits for detecting mutated aminoacyl tRNA synthetase (aaRS) in biological samples from
a subject suspect of having or suffering from a Charcot-Marie-Tooth (CMT) disease or a CMT-related disease are disclosed herein. In some
embodiments, the methods include determining the amount of mutated aaRS bound to Neuropilin 1 (Nrp1). In some embodiments, methods include
detection of endogenous vascular endothelial growth factor (VEGF) bound to Nrp1. Also disclosed are methods, compositions and kits for the
diagnosis of a CMT or a CMT-related disease through the detection of VEGF and/or mutated aaRS in a subject.
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